DESCRIPTION
A 19-year-old boy presented to us with progressive shortness of breath for 5 years and bilateral swelling of feet for 1 month. His elder brother had similar problems and died of some undiagnosed respiratory condition at the age of 23. On examination the patient was tachypnoeic (respiratory rate of 32/min), with presence of bilateral pitting pedal oedema, tender hepatomegaly of 15 cm and raised right jugular venous pulsation. Auscultation revealed inspiratory crackles throughout the lung field, more in bilateral basal region with loud p 2 component of second heart sound. Features of type 1 respiratory failure were seen in arterial blood gas analysis. Chest radiography (figure 1) showed bilateral diffuse sandstorm-like micronodules which were more in the lower lung fields. The cardiac silhouette and diaphragmatic surfaces could not be delineated properly. High resolution CT (HRCT) scan of chest (figure 2) revealed diffuse ground glass opacities with thickening and calcification of interlobar and interlobular septae. A restrictive pattern of lung disease was present in the pulmonary function test and two-dimensional echocardiography revealed pulmonary arterial hypertension ( pulmonary artery systolic pressure of 66 mm Hg) with dilated right ventricle. Transbronchial lung biopsy showed presence of multiple small round calcific nodules over the alveolar wall. A final diagnosis of pulmonary alveolar microlithiasis (PAM) with cor pulmonale was established.
The patient was managed with high flow oxygen and diuretics and then referred for lung transplantation. Counselling of the family members was conducted regarding the problem and they were advised screening.
PAM is an uncommon idiopathic disease characterised by microliths in the alveoli and was first described by Friedrich in 1856 and then by Harbitz in 1918. In 1957, Sosman emphasised that 50% of the cases were familial. It is regarded as an autosomal recessive lung disease and mostly reported from Asia and Europe. 1 Inactivating mutations in the SCL 34A2 gene have been reported in familial cases of PAM. This gene encodes a type IIb sodiumphosphate cotransporter that is expressed in type II alveolar cells. 2 A specific therapy for PAM is not yet available.
2 Lung transplantation remains the only possible treatment for end-stage disease. 3 Learning points ▸ Pulmonary alveolar microlithiasis is a rare familial lung disorder which can rarely present with pulmonary hypertension and right heart failure. ▸ In a tuberculosis endemic country like India, it mimics military tuberculosis. ▸ No definite medical treatment is still available, although lung transplantation may be an option in patients with end-stage lung disease.
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